We present a male infant with hypertelorism, median pseudo-cleft of the upper lip and cleft palate, lobulated tongue, hypoplastic larynx and epiglottis, mesomelic shortening of limbs with particularly short and broad tibiae, polydactyly of the upper limbs, severely hypoplastic external genitalia with anorchidism, anal atresia, severe congenital heart defect, and renal agenesis. These features show considerable overlap with severe
particularly short and broad tibiae, polydactyly of the upper limbs, severely hypoplastic external genitalia with anorchidism, anal atresia, severe congenital heart defect, and renal agenesis. These features show considerable overlap with severe Majewski type short rib-polydactyly syndrome and so expand the known spectrum of anomalies in orofaciodigital syndrome type IV.
History
Prenatal. Oligohydramnios and intrauterine growth retardation noted in the third trimester of pregnancy. Caesarean section at 36 weeks' gestation. Severely cyanotic and asphyxiated male infant died shortly after birth. Family. First child of young, healthy, and unrelated parents.
Clinical examination At birth. Weight 1620 g (-3 SD), length 37 cm Compared with the five cases reviewed by Nevin and Thomas,4 our patient shows an unusually severe expression of this syndrome with regard to internal malformations. Apart from the severe congenital heart malformation, which was also seen in case 1 of Temtamy and McKusick' and in the patient of Nevin and Thomas,4 our case showed absent adrenals, renal agenesis with absent ureters and bladder, anorchidism, and anal atresia. This observation expands our current knowledge of the clinical spectrum of OFD type IV and proves that there may be a considerable overlap with severe Majewski type short rib-polydactyly syndrome.
Our case lends further support to the hypothesis' 9
that OFD IV represents a genetic compound for the Majewski syndrome and the Mohr syndrome (OFD II) genes. However, genetic heterogeneity within this group of disorders has to be taken into consideration since the crucial observation by Edwards et al. 6 An alternative but less likely explanation would be that there is a distinct OFD syndrome, the Majewski syndrome and the Mohr syndrome representing the extreme ends of its very broad clinical spectrum.
We wish to thank Dr M Baraitser for helpful comments. 
